UHdopMupoBaHHoe 06pOBOIbLHOE corslacue Ha NnpoBeAeHne HEMHBA3UBHOIMO
npeHaTtanbHoro tecra (1HUNT, 2 HUMT, 4HUNT)

(Damuns, ums, oTYECTBO (U HasINYmu)
r. poxaeHus, UAH 3aperucTpupoBaHHas no ajapecy:

_(,qara POXLAEHNST)

(agpec pervictpaLym)
NpoXXuBatoLLasa rno agpecy:

(VKa3bIBAETCS B C/Iy4aE MPOXUBAHNS HE 110 MECTY PErNCTPAaLIMM)
VMiMmeHyeMas B AanbHeWILEM TaKKe NaumeHT (3aKasuuk),
1. npowvHdopMupoBaHa MeANLIMHCKUM paboTHUKOM

0 HWXKecneayoLwem:

HenHBasuBHbIM NpeHaTanbHbIA TECT - 3TO BbICOKOTOYHbIN CKPUHWMHIOBLIA METOA OLEHKM pucka Hambonee pacnpoCTpaHeHHbIX
XPOMOCOMHbIX aHOManui MaoAa, OCHOBaHHbLIM Ha aHanu3e BHeKeTo4YHOM detonnaueHTapHon [HK (cBobogHOoUMpKynMpytoLen
nnaueHTapHoit JHK) B kpoBu GepeMeHHOI XeHLLMHbI (Aanee no TekcTy umeHyemoe «HUMT», «uccnenosaHue»). HUMT ¢ Bbicokoi
TOYHOCTbIO ONpeaensieT pUck poxaeHust pebeHka ¢ Tpucommeii no 21, 18 1 13 XxpoMOCOM M aHeynIonANSIMU NMOSIOBLIX XPOMOCOM.
MpoBeaeHve HUMT BO3MOXHO C NOHbIX 10 aKkyWwepckux Heaesnb, Koraa KOHUEHTpaUus BHeKIeTouHon OHK CTaHOBUTCS AOCTATOUHOM
NS npoBefeHus aHanusa. bepeMeHHOM HeobxoAMMO caaTb KPOBb M3 BEHbl. M3 obpasua KpoBW BbIAENSIETCS BHEKIETOYHast
eTonnaueHTapHas AHK 1 cpaBHMBAETCA C KOHTPOJbHOM HopManbHoi AHK c momollbto 6MOMHGOpPMaTUYECKOro aHanusa. TecT
6e30naceH ans MaTepu 1 nnoga. MIMeroTcs cTaHAapTHbIE PUCKW, CBSI3aHHbIE C MyHKUMEN nepudepuyeckoli BeHbI.

WccnenoBaHve He MOXET rapaHTMpoBaTb OTCyTCTBUE y Byayuiero pebeHka ntobbIX OTKIOHEHWI, @ Takke C ero NMOMOLUbIO Henb3s
BbIIBUTb BCE IEHETUYECKME WNIM HEreHeTuyeckne npobnembl, KoTopble MOryT 6biTb Yy 6yaylero pebeHka. HeuHBa3WBHbIi
npeHaTanbHbIN TECT BbISIBNSIET PUCK TOMbKO TPUCOMMI 21, 18 1 13 XpOMOCOM, aHEYMNIOMAMIA NOMOBbIX XPOMOCOM.

WccnenoBaHve He UCKITIOYaeT HanmMume y nnoja ApyrX BPOXXAEHHBIX NMOPOKOB ¥ @aHOMANMI pa3BUTHS, MOSTOMY HE 3aMeHsIeT M1aHOBOE
ynbTpa3sykoBoe 06cnegoBaHne naumeHTa B MOIOXKEHHbIE ANs 3TOro CPOKM.

Mon nnoza onpeaenseTcs Mo XenaHuto 3akas4yunka (NaumeHTa). Ana tectoB 1HUMT u 4HUMT npu aABynnoaHoOM 6epeMeHHOCTU Tak Xe
aHanM3MpyeTCsl HanMUMe UM OTCYTCTBME MSIOAA MYXCKOMO MoJia, HO TECT He NMoKasbiBaeT, 06a NioAa Win TONbKO OAMH MYXKCKOM.
2. Hacroswmm noateepxaato, YTO O3HAKOMJIEHA M COFMacHa co crieayrolei uHbopMaumein o NPoBOAUMOM UCCIEA0BaHMUN:

2.1. MoaTBepyaato, YTo A0 Havasia okasaHus yCnyr NocTaBuia B M3BECTHOCTb MeAMLMHCKOro paboTHUKA M coobLumna, 4To y MeHsl

OTCYTCTBYIOT Cieyowmne npoTMBOMOKa3aHus ANs NpoBeAeHUs UCCNef0BaHNs:

a Cpok 6epeMeHHOCTU Ha AaTy B35S BMOMOrMYeckoro MaTepuana Afs CCNeAoBaHW COCTaBNSET AEBATb HeAENb LEeCTb AHEW
1 MeHee (No AaHHbIM Y3U)
6 bepemeHHOCTb MHOronioaHas (ABa nnoaa u 6onee)*
B ANnoreHHoe nepenvBaHne KpoBU B TEYEHME OAHOr0 roaa
r TpaHCnIaHTaumMs KOCTHOrO Mo3ra, nepecagKka OpraHoB M jie4eHne CTBOJIOBbIMM KIIETKAMU B @aHaMHE3€e NMauueHTKn
A 3noKa4yecTBeHHOe HOBOObpa3oBaHWe Ha AaTy B3sTWs 61MONOrMYecKoro Matepuana y naumeHTku
e Peaykums sMBpMOHa B aHaMHe3e TeKyllen 6epeMeHHOCTU paHee, YeM yepe3 8 Heaesb nocie 06HApYXeHUsI 3aMepLUIero
nnoga (M3Ha4anbHo No ¥3W nocraeneHa MHoronaoaHas 6epeMeHHOCTb, 3aTeM OAMH M/0A NepecTaeT pa3BnBaTbCs)
n M3MeHeHUs1 B KapuoTune naunMeHTKn
3 Tepanusi YeNoBEYECKUM CbIBOPOTOYHLIM a/IbbyMUHOM W/WNK 3K30reHHbIMU kneTkamn JHK B TeyeHue YeTblpex Heaenb
" Tepanuu renapvHoOM B TedeHue 24 4Yacos
7] BepeMeHHOCTb ABYMS NJI0AAMM C MPUMEHEHMEM AOHOPCKMX NPorpamMM (A0HOPCKas ANLIEKNIETKA, CyppOraTHOE MaTEPUHCTBO).
*nonyckaetcs He 6oniee ABYX NOAOB B TEKYLLYIO 6EPEMEHHOCTb MpY NMPOBEAEHUN UCCIIEA0BAHWIN:
- 1HUNT
- 4HUNT
2.2. O3HakoMeHa C MH$opMaumeit 0 ToOM, YTO NPOBEAEHME MCCNEeAOBaHUS BO3MOXHO TOSIbKO MPU OTCYTCTBUM YKa3aHHbIX
NMPOTVBOMOKA3aHWM.
2.3. O3HaKOMJIEHa C MHGOpMaLMEN 0 TOM, YTO pe3y/ibTaT UCCNeaoBaHUs:

e «HU3KMI pUCK**» 03HAYaeT KpanHe HU3KYIO BEPOSITHOCTb HANMUMS Y NI0Aa OTKIIOHEHWI, UCCIEAYEMbIX NP NPOBEAEHUM
HUMT - meHee 1%.
e «BbICOKMI PUCK**» yKa3blBaeT Ha OYEHb BbICOKYIO BEPOSITHOCTb HaNMuMs y Mofa yKa3aHHbIX XPOMOCOMHbIX aHOMasuii -
1% u 6onee (pacyeTHbIi puck 1/100 u Bbiwe). s NOATBEPXKAEHWSI AMarHo3a Heo6XoAMMO MPOBECTY NMpeHaTasbHYHo
WHBA3MBHYIO ANArHOCTUKY.
**- 1ns ofiHOMNOAHbIX BEPEMEHHOCTEN pacCUUTLIBAETCS MHAMBUAYaNbHas CTENEHb PUCKa, NPY ABOWHE - 06LWMIA pUCK Ans 060ux NIoaoB.
e «TpebyeTcs NMOBTOpPHLIVA 3a60p KPOBU» - B PEAKMX Cly4vasix He yAaeTcsl NpoaHann3upoBaTb CBOGOAHOLMPKYNNPYIOLLYIO
OHK, n nabopatopusi MOXXET NONPOCUTbL MOBTOPHO CAATb KPOBb A5 NPOBEAEHNS UCCNIEA0BAHMS.
e «PucK He onpeaenéH» - 03Ha4yaeT, YTo SlabopaTopusi HE CMOr/Ia BblAaTb PE3y/ibTaT HECMOTPS HA MOBTOPHLIV aHanu3.
Mpy nonyyeHun MHdOpMaLmMK 0 HYU3KoM deTanbHo dpakummn noTpebyeTcs 6ecnnaTHoe NOBTOPHOE B3SITUE KPOBU HE paHee, YeM CnycTs
2 Hepenw OT NepBoro B3sTUS. Ecnv aBaxkabl y naumMeHTKy Hu3kas deTtanbHas dpakums, pesynbTaT UCCedoBaHUs He MOXET 6biTb BblaaH.
Pe3ynbTaT uccnefoBaHWsi npeactaBnsieT cobon MHMOPMaUMI0O O pUCKE POXAeHUs pebeHka C OAHOM M3 WUCCneayeMblX MNaTosnorui.
YCTaHOB/MEHHBIN BbICOKMIA PUCK XPOMOCOMHOM MATOMOMMK Yy MJI0AA HE MOXKET C/Y)XXUTb OCHOBAaHWEM ANSi MpepbiBaHWs 6epeMEHHOCTU.
WccnepoBaHne He npegHasHayeHO ANs NMOCTaHOBKM OKOHYATENbHOMO AMAarHo3a, U B Cllydae NOMOXWUTENbHOMO pe3y/bTata ero Henb3s
MCMonb30BaTh B Ka4YeCTBE eAMHCTBEHHOMO A0Ka3aTenbCTBa A8 ANAarHOCTUYECKOro 3aktoveHns. Bonpoc o npepbiBaHnn 6epeMeHHOCTU U1
HebnaronpusiTHOM NPOrHO3e AJIS XXU3HU MI0AA PELUAETCS MHAWBUAYANbHO NEPUHATAIbHBIM KOHCUIIMYMOM Bpayen.




[Jaxe ecnu pe3ynbTaTbl TECTa OTPULATENbHBIE, HEBO3MOXHO MOJTHOCTBIO UCK/IOUMTbL BCE NOTEHLMANbHBIE NPO6/IEMDbI, CBSA3AHHbIE
c 21, 18, 13 1 NONOBLIMM XPOMOCOMaMK, HAaNpUMep, MUKPOAENELMM UM MUKPOAYMIMKALMN HEBOSbLUMX Y4ACTKOB 3TUX XPOMOCOM.
MeToaMka MCCneaoBaHUsl He MO3BOMSIET UCKIKYMTL MOMMMIONAMIO, TPAHCIOKAUMOHHYIO opMy, MO3auum3Mm y nnoga u/wiam
niaUeHTapHbIA MO3auLM3M MO UCCIIEAYEMbIM XPOMOCOMaM.
MHTepnpeTaums pe3ynbTaToB UCCNEeA0BaHUS COAEPXMUT MHGOPMaLMIO ANS eYallero Bpaya, He SBnsSeTcs ANarHo30M U He MOXET
6bITb MCMONb30BaHa A/ CAMOAMArHOCTMKM M CaMONIEYEHUS; TOYHbIV AMarHO3 CTaBMT fieyalumid Bpad, UCMoNb3ysl Kak pe3ynbTaThl
UCCNesoBaHuWst, Tak U HYXHYI MHDOPMaLMIO U3 APYrMX UCTOYHUKOB: aHaMHe3a, pe3ynbTaToB Apyrux obcneaoBaHuii u T.4. Bee
pe3ynbTaTbl NOANEXAT Pa3bsCHEHMIO NeYaLiMM BPaYyoM.
2.4. O3HakoMfieHa C WHdbopMauueld 0 TOM, YTO BO3MOXHbI JIOXKHOMOSIOXKUTENbHLIE W NIOXXHOOTPULIATENbHbIE pe3yNbTaThl,
NPUYMHAMK JTOXKHOMOMOXKXMUTENBHBIX M TOXXHOOTPULIATENBHBIX Pe3y/ibTaToB UCCIEA0BaHNS MOTYT BbITb:
e HWM3Kasl KOHLEHTpaums BHeKNeToYHoN deTonnaueHTapHon JHK (Hu3kas detanbHas dpakumus);
e [MepenMBaHue KpOBWM, Mepecaika OPraHOB WM TKaHeW, TpaHCMaHTauus KOCTHOrO Mo3ra, MMMyHOTepanwus, NeyeHue
CTBOJIOBbIMU KNETKaMUN, Tepanna 4yenose4eCKnM CbiIBOPOTOYHbLIM aﬂb6YMVIHOM VI/W'IVI 3K30reHHbIMM KJ1IETKaMu ﬂ,HK;
e  OHKOJOrnyeckme 3abonesaHuns (B TOM YMCIe NEPEHECEHHbIE paHeE);
e  MHOrornioaHast 6epeMeHHOCTb M HECOCTOSBLLASICA ABOWMHS HA paHHUX CPOKax 6epeMeHHOCTH;
L] N3MEHEHUA B KapnoTune nauneHTKu,
e MaTEepPWHCKWM, NAOLOBLIN UK MaLeHTapHbIN MO3anum3M (NpUCYTCTBME Y MaTepU UK MoLa OAHOBPEMEHHO KIETOK Kak
¢ HopManbHoM AHK, Tak 1 C NaToNormMyeckuMm OTK/IOHEHUSIMM);

2.5. HesaBncuMo OT coaepykaHusi pe3ysbTaTa UCCIeA0BaHMsl, BKIIKOYast Clydan JIOXKHOMOMOXUTENbHBIX U NTOXXHOOTpUUATENbHbIX
pe3ynbTaToB, UCCNefoBaHNE CYUTAETCS BbINOSTHEHHbIM.
3. MoanucbiBasi AaHHbIA AOKYMEHT
(9.1.0.)

e MOATBEPXAAlD, YTO Ha OCHOBaHMWM NPEAOCTaBNEHHOM MHMOPMauMM AO6POBOSIbHO, 63 NPUHYXAEHWS Aalo MHOPMUPOBaAHHOE
[06poBOIbHOE Corflacne Ha NPOBeAEHNE HEMHBA3UBHOMO NpeHaTanbHoro Tecta (HUMT).

e S noaTBepXKAalo KOPPEKTHOCTb @HKETHbIX AAHHbIX, 03BYYEHHbIX aAMUHUCTPATOPY Npn 0POPMIEHUN UCCNEefOBaHNS.

e 4 npouynTana u NoHaMa NMCbMeHHOe 06bsICHEHWE reHETUYECKOrO aHanusa.

e 4 nonyunna mHdOpPMaUMIO B OTHOLLEHUM 3ab0NeBaHWiA, ANsi KOTOPbIX MPOBOAUTCS TECTUPOBAHWE, MOHsNa Lefb U 3HaYMMOCTb
NJaHUPYEMOro reHeTUYECKOro TecTa, OrpaHMYeHmnsl TecTa U pUCKK, CBA3aHHbIe C 3a60poM KpOBM.

e S nHdopmmpoBaHa, 4To no pesynstataMm HUMT moryT 6biTb BbisiBNEHbI aHeynnonamn X, Y (2HWUMT), yctaHoBneH non nnoaa
(IHUOT,2HWUMAT,4HUNT).

e S NOHMMAlD, YTO AAHHLIA TECT He NpeAHasHayeH AJis MOCTAaHOBKM OKOHYATESIbHOro AMarHo3a, M B Cllyvae MoSIOKMUTESIbHOIO
pe3ynbTaTa ero Henb3si UCrob30BaTh B Ka4eCcTBe eAMHCTBEHHOI0 A0Ka3aTeNbCTBa A5 AMAarHOCTUYECKOr0 3aK/I0UeHMSI.

e Ha Bce Mou BoMpockl 66N AaHbl OTBETHI, K'Y MeHs 6bi10 HeobxoamMmoe BpeMs Ha 064yMblBaHKeE.

e T[locTaBuna B W3BECTHOCTb MeAMUMHCKOro paboTHWMKA, OCYLLECTBASIOWEro nposedeHve npoueaypbl, 060 Bcex npobnemax,
CBSI3aHHbIX C MOMM 3[0POBLEM, B TOM Uuc/ie 06 anieprmyecknx NposiBNIEHUSX UM UHAMBUAYaIbHOW HENepeHOCMMOCTY Moaa,
cnupra.

CBoeii NoAnUChIO 51 COralLialoCh Ha NPOBEAEHUE FEHETMYECKOro aHanmsa HUMT.

Moanucb [ata

Mpeactasutens UcnonHutens

(JomxHoCTb MeguumnHckoro paboTtHuka) (noanuce) (GPUO)



